INTRODUCTION
IN 1921 Peutz described a family with intestinal polyposis and spots of melanin pigmentation in and around the mouth. Prior to this, in 1896, Sir Jonathan Hutchinson described two girls with pigmented patches in the oral mucosa and around the mouth. Later, Parkes Weber (1919) reported that one of these twins died of what appeared to be an intussusception. Since 1921 over one hundred cases have been described. The syndrome was first recognised in the British Isles by Tanner in 1951 . In 1959 Falkinburgh and Kay reviewed the literature up to that date. The Peutz-Jeghers syndrome is a rare but well-defined syndrome. In view of the serious consequences, despite the ease of diagnosis, a further case is worth reporting.
CASE HISTORY.
A girl, aged 6 years, was seen in February, 1957, at She was next seen n Altnagelvin Hospital in October, 1960, when she was admitted-with a three-day history of crampy abdominal pains. Prior to this she had' had mild recurrent pain of a crampy nature over a period of two months. On this occasion pain in the upper abdomen persisted and became more severe and was associated with marked vomiting. She was found to be extremely shoc`ked and-restless. As a result of the pallor the pigmented areas on her nose and upper lips stoo'd out. (Indeed on subsequent questioning her parents remarked that in the previous year the pigmented areas had become more marked.) Blood pressure was 90/60 and hxmoglobin 10.9 g/ 100 ml. (74 per cent. Haldane). There was geoeralised-rigidity and tenderness of her abdomen. Two possible conditions presented themselves-(a) generalised peritonitis following acute appendicitis; (b) intussusception (as,part of Peutz's syndrome). At laparotomy a gangrenous jejuno-jejunal intussusception was found. After this was resected a further loose small jejuno-jejunal intussusception was located. After its reduction two small polyps were removed from its apex. Unfortunately death occurred seven hours later. Post-mortem was refused.
'The -following is'a description of the material submitted to Dr. J. E. Morison for histo-pathological examination: "The large tumour provides a very fine section showing the base of attachment and the polypoid mass. It is a welldifferentiated papillary adenoma. The tumour shows gland-like spaces, some of w'hichl "are slightly' dilated.'These are lined by high columnar cells which are well dfferentiated and secreting some mucin. There is no ulceration of the surface.
The small polyp is'less satisfactory and shows only mucosa proper to the bowel aird' some rather cedematous submucosal tussue. I am somewhat doubtful about calling this anything more than a simple polyp, and probably secondary to cdema or-hxmorrhage in the underlying submucosa." Discuss ION. The Peutz-Jeghers syndrome is by definition a combination of oral melanosis combined with small intestinal polyposis in which frequently a definite hereditary factor can be de-monstrated. The siblings (four boys and two girls) and parents of this patient were examined radiologically but no evidence of polyposis was found. In 1962 Sheward describes an 8-year-old boy in whom, by using the double-contrast technique, unusual radiological features were demonstrated. The intussusception began in the prepyloric region of the stomach and extended to the upper ejqunum. Tanner (-1959) states, however, that X-ray studies of the small bowel rarely demonstrate the polyps. A hereditary factor is believed to be present in half the cases.
In most patients symptoms first present'in the second decade, but the range of age of onset is wide, from 4 years to over 70 years. The sexes are equally affected.
The pigmentation is the most abvious and striking manifestation of the syldrome. Such a finding indicates a thorough clinical and radiological investigation. The delay in diagnosis in this case was due to the fact that the various clinicians (including myself) did not know of the existence of the syndrome, but, despite its rarity, it should be more widely known, particularly as the consequence may be disastrous. Attention was drawn to the syndrome in an editorial in the British Medical Journal five months previously (May 28) and the diagnosis made when the child was next seen was unfortunately too late.
The melanotic spots occur most frequently on the labial and oral mucosa as small round blotches of brownish black pigment (1-2 mm. in diameter) and are easily differentiated from freckles. If relatives are being interrogated it should be remembered that such spots may have escaped comment and hence a negative family history may be given. However, all members of this patient's family were examined with negative results. Melanotic spots are occasionally present on the gums or hard palate but rarely on the tongue. They may also be found about the eyes, on the cutaneous surface of the upper lip (as in this case) over the nose or on the fingers, hands, toes, and feet. The most common site is believed to be the mucosal surface of the lower lip. I could find no reference to peeling of these lesions as apparently tended to occur in this case. With age they may fade or even disappear except perhaps those in the mouth.
This patient really presented with an iron deficiency anaemia which, on treatment, had only a temporary response. This was presumably due to intestinal bleeding from the polyps. Massive bleeding is rare.
The intestinal polyposis should be considered the second essential part of this syndroine. Polyps are most numerous in the small intestine, but may be present in the stomach, colon or rectum. The polyps present the usual histology of polypoid adenoma of the gastro-intestinal tract. It is believed that malignancy is unlikely to occur in this syndrome in contrast to other syndromes of "familial intestinal polyposis" in which the polyps develop in the colon and rectum.
Patients with this syndrome may therefore be discovered on routine examination or during the examination of relatives following the discovery of a case. Other patients may present with symptoms of anrmia, recurrent abdominal pain, recurrent single or multiple intussusceptions, melonia, or colic on rising and after meals with noisy borborygmi. In the two cases (mother and daughter) reported by Keen and Murray (1962) The parents of any child should be thoroughly acquainted with the condition so that no undue delay occurs in seeking medical advice when an intussusception develops, and so that unnecessary exposure to X-rays may be avoided as the complaint of recurrent abdominal pain may lead to further radiological investigations.
SUMMARY.
A fatal case of the Peutz-Jeghers syndrome: The child had been under regular supervision for some years with mild recurrent respiratory infections and persistent anomia. From time to time crampy abdominal pains were described.
The pigmented areas had been noticed when first seen. Later, their significance, as part of the Peutz-Jeghers syndrome was realised. The child died with a gangrenous intussusception. Other aspects of the syndrome, including the place of surgery, are discussed.
